De Novo Missense Mutations in DHX30 Impair Global Translation and Cause a Neurodevelopmental Disorder by D. Lessel et al.
De Novo Missense Mutations in DHX30 Impair Global
Translation and Cause a Neurodevelopmental Disorder
Submitted by Guy Lenaers on Thu, 03/28/2019 - 16:14
Titre De Novo Missense Mutations in DHX30 Impair Global Translation and Cause aNeurodevelopmental Disorder
Type de
publication Article de revue
Auteur
Lessel, Davor [1], Schob, Claudia [2], Kury, Sébastien [3], Reijnders, Margot RF [4],
Harel, Tamar [5], Eldomery, Mohammad K [6], Coban-Akdemir, Zeynep [7],
Denecke, Jonas [8], Edvardson, Shimon [9], Colin, Estelle [10], Stegmann, Alexander
PA [11], Gerkes, Erica H [12], Tessarech, Marine [13], Bonneau, Dominique [14],
Barth, Magalie [15], Besnard, Thomas [16], Cogné, Benjamin [17], Revah-Politi,
Anya [18], Strom, Tim M [19], Rosenfeld, Jill A [20], Yang, Yaping [21], Posey,
Jennifer E [22], Immken, LaDonna [23], Oundjian, Nelly [24], Helbig, Katherine L
[25], Meeks, Naomi [26], Zegar, Kelsey [27], Morton, Jenny [28], Schieving, Jolanda
H [29], Claasen, Ana [30], Huentelman, Matthew [31], Narayanan, Vinodh [32],
Ramsey, Keri [33], C4RCD Research Group [34], Brunner, Han G [35], Elpeleg, Orly
[36], Mercier, Sandra [37], Bezieau, Stéphane [38], Kubisch, Christian [39],
Kleefstra, Tjitske [40], Kindler, Stefan [41], Lupski, James R [42]
Organisme Kreienkamp, Hans-Jürgen [43]
Editeur Elsevier (Cell Press)
Type Article scientifique dans une revue à comité de lecture
Année 2017
Langue Anglais
Date 2 Novembre 2017
Numéro 5
Pagination 196
Volume 101
Titre de la
revue American Journal of Human Genetics
ISSN 1537-6605
Résumé en
anglais
DHX30 is a member of the family of DExH-box helicases, which use ATP hydrolysis
to unwind RNA secondary structures. Here we identified six different de novo
missense mutations in DHX30 in twelve unrelated individuals affected by global
developmental delay (GDD), intellectual disability (ID), severe speech impairment
and gait abnormalities. While four mutations are recurrent, two are unique with one
affecting the codon of one recurrent mutation. All amino acid changes are located
within highly conserved helicase motifs and were found to either impair ATPase
activity or RNA recognition in different in vitro assays. Moreover, protein variants
exhibit an increased propensity to trigger stress granule (SG) formation resulting in
global translation inhibition. Thus, our findings highlight the prominent role of
translation control in development and function of the central nervous system and
also provide molecular insight into how DHX30 dysfunction might cause a
neurodevelopmental disorder.
URL de la
notice http://okina.univ-angers.fr/publications/ua19328 [44]
DOI 10.1016/j.ajhg.2017.12.016 [45]
Lien vers le
document https://www.cell.com/ajhg/fulltext/S0002-9297 [46](17)30506-2
Titre abrégé Am. J. Hum. Genet.
Identifiant
(ID) PubMed 29304375 [47]
Liens
[1] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35133
[2] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35134
[3] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=16325
[4] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35135
[5] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35136
[6] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35137
[7] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35138
[8] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35139
[9] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35140
[10] http://okina.univ-angers.fr/e.colin/publications
[11] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35141
[12] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35142
[13] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=30021
[14] http://okina.univ-angers.fr/d.bonneau/publications
[15] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=25471
[16] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35143
[17] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35144
[18] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35145
[19] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35146
[20] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35147
[21] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35148
[22] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35149
[23] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35150
[24] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35151
[25] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35152
[26] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35153
[27] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35154
[28] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35155
[29] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35156
[30] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35157
[31] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35158
[32] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35159
[33] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35160
[34] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35161
[35] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35162
[36] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35163
[37] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=26218
[38] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=16329
[39] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35164
[40] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35165
[41] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35166
[42] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35167
[43] http://okina.univ-angers.fr/publications?f%5Bauthor%5D=35168
[44] http://okina.univ-angers.fr/publications/ua19328
[45] http://dx.doi.org/10.1016/j.ajhg.2017.12.016
[46] https://www.cell.com/ajhg/fulltext/S0002-9297
[47] http://www.ncbi.nlm.nih.gov/pubmed/29304375?dopt=Abstract
Publié sur Okina (http://okina.univ-angers.fr)
